| M BEMR  BRIE 5 LA
Iz I 2 FHEN (CES)
ANB Y fiF IR 3 52




A\N4T7
Jl A

15

il

MEEEERABREG VR ARIGKREBEUNETE, SERMETBZHERG=RIAH™RIEME, BEHLHNIRKIIZFAHE
(Clinical Exome Sequencing,CES) Zsith (b iR/ R 75 = 4RFE NextSeq CN500 ERNFF &, IR ARERIRE. IRRINE F4H CES k. 2
iiE PCR-free XEIGRE. BB 2NF. #UBDMAIREEE—AURS, B TFHFERE. F=aishh. e LFES 2 MRRNADR, B
EHERE=RIAAER FEER B ERMBAIEM LDT BUREL, BREBILIRS TR, T B EMRBE =LA R, M2F1. 2HREH
HEHEMEI R BIZUI T, 2 BE S EREN L &,

(&) HOSPITAL

DNA#REY

I ZORS

AKERINEFRNAFIZ

ALERSIEFRNANZEF NIHEEB T HRHCESH
RIRE, HNEIRKREIEE (OMIM,G2P,ClinGen%) 5
ERLRERVEBHEHERN 4773 MEE#HITERMURE
EfEIR, LRETERN, RREBREE; 2P RN, 154
, MXEMRTIZERS; 2RIEPCR-freeRERA, AJF
s Ig R, PRE T NS RNRBIERIEN, BN
RERH,




Nextseq CN500 =@ =Y

ERMFY (NextSeq CN500) , B—RiEHIGKICNBIRE
ERNF, BEREEREBERE SERERN R.2E
300 ZXEFHAIMRIEABRTR X & X3 THE XTI E 89
M, Z3 B IRREFIIIE,

\ E# 20153220460

WESisi M2 FEREURRIRIR S RS

ZRGASTINHEBE D, TRALSEERN., GRS
R, IEFRIRS ERERSFZ O IS RIELEENRIEE
B, HERFZIRUSHE: E—H TNHRIBERREER (15
HEME, RIS, e LIRS ); AUARRS N ERRIEN
I, RBREMZ o WESisi RERZIMEFIFE AR, Berrylyzer® £ &g
fRIREE, AISRELIGRRREL HPO fREEM, 45& ACMG &S RE
BT AR , IRA R SRR, IR MRIRE,

| SEMRE

HEREL

7777777777777777 W\
\
oL RBREHE: 2 MIEPCR-free B, N
SNV/InDel#& M B R 8% B FER M 9>98%,
o AR TS FASMEAM. OEREF.
FinF%.
ORI IRIE . BENRIENT
51MI{ER,
MRi% 5 R

o RERRKRAHNER, BIRAREE,

® Berrylyzer®REEEIE, TERI+ MU R EIPE A R BIEEE>97%,
RIEFRRARREE, EERSBIENE,

o RIS 5 IR R ERRNUIRE, BIREMZ I,



1 A7

i RESHERE

BoR ©yRIEEHERE, 1RIE 2021 F£&H ACMG EHER
Ay, EE NP EABEFRANGR, HWBRERETE
=Y 153 M EEREEER (129 MER) #17/HE, BE. 2
E. FEEEEIRET#E S RERREEERERE R
BEHER, BT RERNEBNE, LERKEEIRRFNES
1BS, BRI B E R,

Ba) LISERN 2RI

XA IR R ERHEZE (OMIM, G2P, ClinGen %) 5% K18
KRN EMBARBUEN 4T3 NEE#TERUSSERE
R, REFLERBRNGER, BERR - BRAXATPRSE
EHRIVEEZEES URLZIATR) LHRAIR L,

ML) L BERE

NfreemE) L EEARE, BF (PEHLE) L ERREETRE
RY @3, ANSEERPAMERLE) LEBENGSHEIGK
5, HANI03FER, 407TMERBEEE (358 NER) ,
RBERER, MRRSER, RREXERMEMITE)L

i . A )L EE. AN, TALRERESHERLY, LFES
RS- T TR,

I bRz

1M ETE8 FEEANBRES BEARE AL~ o]




1N E

SREEWHE 5 M LEFAHALR

mxmmmran (75 ) @ """""""" @ (27 ) mEmarmsna
/\
T#H

ﬁmfmaﬁ,ﬁ,ﬂw@@ @@ CNS00RE
axmnm (L7 @‘-@ (7% ) a@sumac

I FARENR

BAER  REEY EAmE

FK Z: 16~25°F; B HEZBDE, 5-10ml &) LI PRINE F 1T

gl Z2: 18FfG; EDTAfTAE, 2ml &) LIGPRIN2 TR, Frd) LTz
. oz = — .

SME I EDTA#UEE, 1ml BHERS, WE)LRE

FinHE BRER>8mmT M, 354 WE)LHE

I fu_ AR @EE{D YA

A . W
ALERIEFRNIAFZ (FIERIFBLLENESR)
NextSeq CN500: MR & BEE, MEE
NextSeq CN500E E MY a

WESIisifhE FEREURRIRER S E=S



SE Xk

[1] Gregg AR, Aarabi M, Klugman S, et al. Screening for autosomal recessive and X-linked condi-

tions during pregnancy and preconception: a practice resource of the American College of Medi-
cal Genetics and Genomics (ACMG). Genet Med. 2021;23(10):1793-1806.

[2] Macarthur L, Mhyre TR, Connors E, etal. Systems Medicine: A New Model for Health Care
[M]// Handbook of Systems and Complexity in Health. Springer New York, 2013:911-927.

[3] Tong, Fan et al. “Application of next generation sequencing in the screening of monogenic
diseases in China, 2021: a consensus among Chinese newborn screening experts.” World journal

of pediatrics : WIP vol. 18,4 (2022): 235-242.

M IzE K Berry Genomics Co., Ltd.

st RS FREHRE X A E KR4S B S #
F2iE: 010-53259188

400-610-8005

www.berrygenomics.com

b= | LiE | s | N | BR | BN | B /WES018 V10




